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MOJIMOP®I3MU TA IHBEPCIi XPOMOCOM
B MPEHATAJILHII JIATHOCTHII MMATOJIOTTi TIJIOA

Pe3tome. B cTarTi NpOBECHO TEOPETUUHUM aHANi3 Ta y3arajbHEHHs Pe3yJbTaTiB BIACHOTO JIOCBIITY
BIZTHOCHO NPEHATAIBbHOTO BU3HAYCHHS XpoMocoMHHUX BapiaHTiB. Cepen 3947 npeHaTanbHO IUTOICHETUYHO
oOcTexxeHux ioniB BusHaueHo 73 (1,8%) Bumaaku XpoMocoMmHOro moiiMopgizmy, a Takox 34 (0,9%)
BUTIAJIKK TIEPUIICHTPHYHOT iHBepcii xpoMocomu 9. [IpupokeHi Bajil 4Y¥ O3HAKH IMATOJIOTIYHOTO PO3BHUTKY
IUIo/la JiarHoCToBaHi B 35,6% BUMAIKiB BU3HAUYCHHUX ToiiMopdizmiB Ta 38,2% BUMAIKIB MEPUIICHTPHIHOT

iHBepcii xpomocomu 9.
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Beryn. [lomiMopdisM XpoMOcoM JTIONWHU
Iy’)Ke  PpI3HOMaHITHHA 32 CBOIMH  IIPOSIBAMH.
30inpmeHi abo 3MEHIeHI TOMIMOP(HI MUITHKH
Ha xpomocomax 1, 9, 13, 14, 15, 16, 21,22 ta Y, a
TaKOK TETEPOXPOMATHHOBI OJIIOKKM XpomocoMm 1, 9,
16, Y, sxi MOXyTh (POPMYBaTH BTOPUHHY MEPETHHKY
Ta IHTEHCHUBHO 3abapBmiooThest mpu C — Ta
Q-dapOyBanHi, TPUIICHTPOMIPHI TETEPOXPOMATHHOBI
IUISHKY, CyMyTHHUKH Ta  CYINyTHHYHI  HUTKH
akporeHTpuuHUX xpomocom (13, 14, 15, 21 Ta
22) — 3rigao MixkuHapomHoi HoMmeHKIarypu (ISCN),
BIIHOCATH IO BapiaHTIB HOPMaJLHOI BapiabETbHOCTI
xpoMocoM [1]. BimpmmicTs mOCHiKEHb 3 MpoOIeM
oTiMOpQi3My, SKi MMPOBOIATHCS B MTOCTHATAITBHOMY
TIepiofli OHTOTEHE3Y JIIOAWHH JO3BOJISIOTH BUSHAYNTH,
o0 eKCTpeMajbHI BapiaHTH XpomocoMm 1, 9, 16
3YCTPIYarOThCS 3 MIIBHUINECHOI YaCTOTOI0 Y XBOPHX
3 cmHIpoMOM JlayHa, pPO3YMOBOIO BiJCTAIICTIO,
cuagpomom  Tepuepa, Kusitndensrepa, cepen
OUTIOOHUX Tap 3 TEePBUHHUM HEBUHOIIYBaHHSIM
BaritHOCTI [2, 3]. OxHaxk, 1Ii 1aHi MOKH 10 HE Naf0Th
mpaBa pOOWTH BUCHOBKH TPO BIUIMB TOJiMOpdizmy
Ha BHYTPIITHBOYTPOOHUH PO3BUTOK JIFOIIMHH.

Tako)k HEMOXIMBO JIOBECTH 1 BIUIUB
IyXe MIHINBHX pPaOHIB TeTepOXpOMaTHHY YH
sepreBoopranizytounx  perionise  (JIOP)  Ha
KUTTE3ATHICTH eMOPiOHY a00 X BIUIMB HA OHTOTEHE3
[4]. 3anumaroTbcs HE3 SICOBAHUMH  CTPYKTYPHO-
(hyskmionanpHi ocoomuBocTi IOP xpomocom mronuHN
B KJIIITHHAX eMOPiOHATBHUX Ta €KCTpaeMOpPiOHATEHIUX
TKaHWH, 3aKOHOMIPHOCTI yCITaJKyBaHHS 1 MiHIMBOCTI
piBHs excrpecii inauBinyansHux JIOP Ta iX BHECOK B
3araibHy BapiaOeNbHICTh TeHIB, a TAKOXK (GaKTOPH, SIKi
BIUIMBAIOTH HA IIi TTPOIIECH.

He 3Bakaroun Ha OaraToOYHCENbHI CIpoOH
BHSIBUTH BILTMB THX YH 1HITUX BapiaHTIB XpOMOCOM Ha
(heHOTHTIIUHI Ta KIIIHIYHI TIPOSIBH iX HOCIIB, MUTaHHSI
mpo  (yHKIIOHATbHE 3HAYEHHS XPOMOCOMHOTO
roniMop(hi3My 3aJIMIIAETHCSA JTAJeKUM BiJl CBOTO

BHpIIIEHHS [5, 6].

Marepianu Ta  Mmetogu. IIpenarambHi
yaeTpa3BykoBi nmocmimkenHs (Y3J]) B pearbHOMY
Macmtabl 4Yacy TpOBOMWINCH HA  amaparax
ACCUVIX V20EX-EXP, ACCUVIX VIOLV-EX.
[HBa3MBHI MpoueaypH BUKOHYBAINUCH 32 CTAHAAPTOM,
BIJIITOBITHO ITOKa3aHHAM [7].

JIas MUTOreHEeTHYHOTO JOCHIKEeHHsT OiorTara
XOpiOHa Ta IUIALEHTH BUKOPUCTOBYBAJIM MNPSIMHUI
meton (ikcamii [E. Flori et al., 1985; B.C. bapanos u
Ip., 1990] 3 BnacHO0 Moanikamieto. KynbTuByBaHHS
Ta (ikcamito JTIMPOUUTIB MYNMOBUHHOI  KPOBI
NPOBOAMWIM 3 BHUKOPHUCTaHHSAM HaIiBMIKpOMETOnA
[D.Hungerford et al., 1965]. [Ipemaparn xpomocom
aHai3yBaJIH 3a JJOIIOMOTOIO CBITIIOBUX MIKPOCKOITIB
BX51 (Olympus) ta BX53 (Olympus) Ha 30i1bmeHH1
x10000, a Takox mporpamu « GENASIS” (ASI). 3armc
pe3yibraTy aHajily HpPOBOAWIM 33 MDKHApOIHOIO
HoMeHKIaryporo (ISCN).

PesyabraTtu Ta 06roBopeHHs. Y BijijeHHI
Mmeaquuuan  mioga JAY «I ITIAD iM. akamemika
O.M. Jlyk’snoBoi HAMH Vkpainu» mnpoBeneHHs
MpPEeHaTaIbHOT [UTOTCHETUYHO! JiarHOCTUKU 3947
JKIHKaM TPYIIH BUCOKOTO PU3HKY HAZallo MOXKIIMBICTh
niarHoctyBatu XpomocoMmHi Bapiant B 107 (2,71%)
BUNAAKax. 3MiHHM TIeTepOXpPOMATHHOBHX paHOHIB
kapiotuny Oynu Bim3Haueni B 38 (35,5%) Bunankax,
noximop¢izmu SOP B 35(32,7%) Bunankax, a Takox
Bu3HaueHi 34 (31,8%) Bumagku MEepUIIEHTPUYHOL
iHBepcii xpomocomu 9.

B Hammx mocmipKeHHSX CKIaJ BU3HAYCHUX
reTepOXpPOMATHHOBUX XPOMOCOMHHMX BapiaHTiB OyB
HACTYITHUM: 3MiHU TeTepoXxpoMaTHHOBUX C-O10KiB
xpomocomu 1 —3 (7,9%) Bunaaku, xpomocomu 9 — 11
(28,9%), xpomocomu 16 —7 (18,5%), Y xpomocomu —
17 (44,7%) Bumajxis.

Cepen BH3HAUCHHMX MOTIMOP(HUX BapiaHTIB
XPOMOCOM CIOCTEPIrajgoch ABa BUMAIKU CIIOTYYEHUX
noniMopdisMiB, B 000X BHUNAJKaX TIOB’S3aHUX 3
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XPOMOCOMHI XBOPOBM

xpomocomamu 13 ta 16.

Buxonsuu 3 ananizy HaBeIEHUX pe3yJbTaTiB,
Cil BIJ3HAYUTH, [0 4YACTIlIE MPEJCTaBICHI
XpOMOCOMHI BapiaHTH XpomocoM 9 — 289% Ta
Y - 44,7%. Taki nmaHl MOBHICTIO CIIBIAJAalOThL 3
pesynbraTaM, IO OTpUMaHi iHIIUMH aBTopamu [3,
5].

Cepen  mwiomiB 3  JIIalrHOCTOBaHUM
noxiMopHUM  BapiaHTOoM  Kapiotumy — 9qh+,
BaritHi kiHku y 6 (54,5%) Bumagkax MOTpanuin
JI0 TPYNU BUCOKOTO PU3MKY B 3B’SI3Ky 31 3MIHOIO
0ioXiMIYHUX TOKa3HUWKIB, y 3 (27,3%) Bunamkax —
NpY JIIarHOCTOBAHUX MPUPODKEHUX BaJaX PO3BUTKY
(ITBP) nona, a takox y 2 (18,2%) — npu BariTHOCTI
y xkiHok crapie 40 pokiB. Takox, 3Bepraec Ha cebe
yBary KUIbKICTb TUIOJIB 3 jJiarHoctoBanuMu [1BP npu
noixiMophHUX BapiaHTax xpomocomu Y — 4 (23,53%)
BUTIAJIKH.

3a gjiTepaTypHUMHU JaHUMH BIJIOMO, IO
rerepoMopdizM TroMonoriB mo paiionam 1gh, 9ph,
9qh, 16qgh i neski BapianTi Yqh MOXyTh HEraTUBHO
BIUIMBAaTH Ha PENpPOAYKTUBHY (YHKIIIO, a BapiaHT
Ygh+ cympoBomKyBaTuch 1 IICHXOEMOLIHHUMHU
0COOJIMBOCTSIMH TOBEIIHKY [3, 8, 14].

[onmimopdism  ymcna  apreHTO(iTBHUX
SIEPLIEBOOPTAHI3YOUMX PEriOHIB XPOMOCOM € YiTKO
BCTaHOBJICHMM. BOHM MaroTh pi3Hy IHTCHCHUBHICTh
¢apOyBanuss Ha pizHux O-xpomocomax, a
TaKOX MIXKIHIMBI Ty aJIbHUH noJiMopQizM.
MixiHIUBITya bHI BIIMIHHOCTI CIIOCTEPITraloThCs K
MO YHCIYy XPOMOCOM 3 (DYHKIIOHAJbHO aKTUBHHUMHU
SOP B kapiotuiii, Tak i 1o X akTUBHOCTI [4, 5, 9].

Hamu Busnageno 35 (32,7%) Bunankis
i3 3minamMu SIOP. 3MiHM pO3MIpiB CYNMYTHHKIB Ta
CYITyTHUKOBHX HUTOK Xpomocomu 13 cxmamnu 2 (5,7%)
BUIAJKH, Xpomocomu 14 — 6 (17,2%), xpomocomu
15 — 10 (28,6%), xpomocomu 21 — 4 (11,4%) Ta
xpomocomu 22 — 12 (34,3%) BuNajKiB BiAMOBIIHO.
Kpim Toro, OyB IiarHOCTOBaHWH OJMH PiJKiCHHHA
BapiaHT CYIyTHUKIB HA JJOBrOMY IIJIeYi XpoMOCOMH Y
(2,8%).

[luroreHeTHUHe JTOCIIHKEHHS MPOBOJIMIOCH
y 3B’s13Ky 3 BikoM BaritHoi y 12 (34,3%) Bumankax
nmiarHocToBaHux ps, pstk ta cenh, y 12 (34,3%)
BUTIAJIKAX — B 3B’A3Ky 31 3MiHOIO Oi0XIMIYHHX
Moka3HuKiB, a B 11 (31,4%) Bunaakax mokazaHHIMH
JUI.  TIPOBEACHHS TMPEHATajJbHOI IHUTOr€HETUYHOI
JIAarHOCTHKHK OyJid jJiarHoCcTOBaHi mmig uac Y3J1
Mapkepu xpomocomHoi narosorii (XII) Ta IIBP.

Ilig BUKOHAHHS  JOCHIIPKEHHS  MH
HAMarajiuch  BCTAHOBTH 3B 30K  BH3HAUYEHHX
noaiMOp(HUX BapiaHTIB XpPOMOCOM IIJIOAA Yy KIHOK
IPyIH BUCOKOTO PU3UKY 3 MPEHATAIILHUM J1arHO30M,
IO CTaB MMOKa3aHHIM JIJIsl IPOBEJICHHS MTPEHATAIBHOT
LUTOTCHETUYHOI JliarHOCTUKY (Tad. 1).

gac

TakuM  4YMHOM,  OLIHUBIIM  PE3YJIBTATH
JIOCIHiPKeHb, MW  CIIOCTEpPIraeMo  IiJBUIICHY
KITBKICTh TTONIMOP(GHUX 3MIiH TeTepOXPOMAaTHHOBUX
OJIOKIB Ta 3MiHM SIIEPIIEBOOPTaHI30BaHUX PAHOHIB y
IJIO/IB JKIHOK TPYI BUCOKOTO PH3UKY, SIKi CKEpPOBaHI
Ha [TpeHaTaNbHY JiarHOCTHKY Y 3B 53Ky 3 [IBP miona.

Tabmums 1.

Posnoxin noniMoppHUX BapiaHTiB XpOMOCOMHOTO Ha0OPy 101, BUSBICHUX MPH Pi3HUX IMOKA3aHHAX Y
JKIHOK TPYIH BUCOKOTO PH3HKY.

Ne rpym Hokasanms O6CTe>1<eH(() (y)(l)()iHOK abc.u. BI/ISIBJ'IeI;gCl'.II(fI(iI(;Z)(;p(I)BMiB
1 Bioximiuni mapkepu XI1 1497 (37,9) 26 (1,7)
2 V3-mapxepu XI1 774 (19,6) 12 (1,6)
3 Bix BariTHOi 1078 (27,3) 21(1,9)
4 [1BP miona 598 (15,2) 14 (2,3)
3arajibHa KiIbKICTh 3947 73 (1,8)

Takox, 3Beprae Ha cebe yBary i1 Toil Qakrt, 10
MpH  aHami3l TpeHaTaTbHUX MiarHO3iB TUIOMIB 3
nmomiMophi3MOM ~ TETEpPOXPOMATHHOBHX  PETiOHIB
xpomocom Ta SIOP y 26 (35,6%) 3 73 Bumaakis
BigzHadanuch [IBP ta Y3 mapkepu maronoriyHoro
PO3BUTKY IUIOJA.

Oco011BO1 yBaru 3acilyroBye Ipo0ieMa BHBUCHHS
inBepcii xpomocomu 9. Lle oiHa 3 HAUTTOMIUPEHIIITIX
CTPYKTYpHHMX 30anaHcoBaHHX mepeOynoB. ko
Opar 10 yBaru MeTaleHTpUYHi Ta CyOMeTarleHTpIYHi
XpPOMOCOMH, XpoMocoMma 9 mpeicTaBisie HaWBUIIUN
CTymiHb MOpQoIoriunuX BapianTis [10].
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HesBaxkatoun Ha Te, IO MEPHULEHTPUYHY IHBEPCiIO
XpOMOCOMH 9 TakoX BBa)KalOTb XPOMOCOMHHUM
BapiaHTOM, HEMa€ OJHO3HAYHOI BIAMOBIAI Ha
3alUTaHHs, Y4 MOYKE BOHA MTPU3BECTH 10 MOPYIICHHS
PO3BHUTKY HaIaKiB HOCIs inv(9) micist MpOXOMKeHHs
ramMeToreHesy.

3a maHUMM OJHHUX aBTOPIB y HOCI{B AaHoi iHBepcil
B IIpOIIeCi raMeToreHe3y OJIOKYeThCsS KPOCHHIOBED,
IHII BBaXKalTh, M0 MiX HOPMaJbHUM TOMOJIOTOM
Ta MEPULEHTPUYHO IHBEPTOBAHOIO IIISTHKOIO MOXKE
BiIOyTHCh HEPIBHUW KPOCHUHTOBED, MPHU SKOMY Ma€
Miclle BTpara Ta/ab0 TOJBOEHHS XPOMOCOMHOTO
Mmarepiamy [11].

Iammit  acmekT miei mpobmemMum  —  edekT
TeTepoOXpOMaTHHI3aIii, TpPH SKOMY TE€HH, IO
PO3MIMTYIOTECS OMU3BKO O TETEPOXPOMATHHOBOTO
OJIOKY, peTPeCyIOThCS.

B Hammx JOCHIDKCHHSX  TEPUICHTPUYHA
iHBepcis xpomocomMu 9 Oynma BusHaueHa y 0,9%
BUIAJKIB cepenl 3947 OOCTeXKEHHUX IUIONIB IKIHOK
IPyIH BUCOKOTO PU3HUKY.

Kapioturmn 3 inv(9) Oynu amiarHOCTOBaHi y 8
(23,5%) 3 34 muoaiB MpH BariTHOCTI y KIHOK MIicCIst
37 pokiB. B ofHOMY 3 BHUIIC 3a3HAYCHUX BUIIAJIKIB
OyJ10 JIarHOCTOBAaHO XPOMOCOMHY IaTOJIOTIHO 10/
(47, XXY, inv (9)).

[lin yac BUKOHaHHA POOOTH MU JIarHOCTYBAJIH
2 (5,9%) Bumagku XpOMOCOMHOI MaToyorii y
mwiona (TpaHciokaHTHa ¢opma c-ma [layHa, c-M
Knaitndenbsrepa), 10 cynpoBOIKyBaJIUCh iHBEPCI€IO
XpOMOCOMH 9.

3a nmaHUMH pALy aBTOpiB, B  POAHMHAX
HOCiiB  inv(9) 3HayHO dacrime BigOyBaeThCs
BHYTPIITHBOYTPOOHA 3arnOenb IUIOAiB, HIK B

pomwHAxX HOCIiB 30aJlaHCOBAaHWX TPaHCIOKAIiH,
MIpUYOMY, B Tpymi OaTbKiB [iTell 3 aHOMAaJisIMHU
possutky (MIIBP, 3BYP, MAP) Ta HeBHHOIITYBaHHSIM
BariTHOCTI B aHAMHE31 9acToTa iHBepcCii XpoMocomu 9
BHIIA 32 MonyisniiHy y 3,8 paziB [12]. 3a Hammumu
maanmu y 13 (38,2%) 3 34 1uronis, 3 mMpeHATAIbHO
[IUTOTEHETUIHO JIiarHOCTOBAHOIO IHBepCi€ro
xpomocomu 9, Oy0 BU3HAYEHO MPHUPOKEH] Bay Ta
MapKepu TaToJIOTIYHOTO PO3BUTKY IUIoAa (TaOMHIlst
2).

Tabmurs 2.

Bumagky npeHaransHO BU3HAYEHOT iHBEpCiT 9 XpOMOCOMH TIpH PUPOKEHHX BalaX Ta MapKepax
MATOJIOTIYHOTO PO3BUTKY ILIO/A.

N /i [IpenaranpHi TiarHO3u aoc. 4. (%)
1 aruasist aprepii MyrnoBHHU 1(7,69)
2 niadparMaiabHa KWIa, TIMOIIIa3is IereHb 2 (15,39)
3 Terpaaa dDamno 1(7,69)
4 arpesist TOBCTOI KUIIKN 1(7,69)
5 JMILIT 1(7,69)
6 JIMILIII, KicTH CyIUHHUX CILICTiHb 1(7,69)
7 TEI0eKTa31st MpaBoi HUPKH 1(7,69)
8 po3IIeNnHa BEpXHBOI TYOH, IIeNIenH Ta iTHeO1H S 1 (7,69)
9 KiCTa 3arajbHOT0 JKOBYHOTO TIPOTOKY 1 (7,69)
10 PO3LIMPEHHS KOMIPIIEBOTO IIPOCTOPY 1(7,69)
11 KiCTH CYAMHHUX CTUICTiHb 2 (15,39)

Bceroro 13 (38,2)

L{to TeMy NPOAOBXKYIOTh TAKOXK MMOCTHATAJIbHI
JOCIIPKEHHS 1HIIUX aBTOPIB, IO MOKA3yKTh BHCOKY
gactoTy inv(9)(9,33%) B rpymi 1iTeil 3 npupoKEHUMH
BaJjaMH pPO3BUTKY, Iu3MoOp(diyHMMH pucamu abo
BiJICTAaBaHHSIM y TCHUXOMOTOPHOMY pPO3BUTKY [12].
Takok Oynm omucaHi 1 BHITQJKH TOMO3WUTOTHOTO

HocilicTBa iHBepcii xpomocomu 9 (46, XX, inv(9)
(p11q13) x 2) y QeHOTHIIOBO HOPMABHOI JKIHKH 3
MEPTBOHAPOKEHHSIM Ha 28 TYIKHI recraii, a Takox
BUITAIKH TPEHATAIBHOI 1IarHOCTHKUA TOMO3HTOTHOTO
HOcilicTBa iHBepcii 9 y miomiB, 0aThbKU SKHX OyIu
reTepo3uroTamH 1o iaBepcii 9 [15].
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JloTOTr0 %, BHALIMX IO CITIPKCHHSIX 3BePTAIOTh Ha
cebe yBary 35 (32,7%) BumnajiKiB, KOJIU XpOMOCOMHUI
nojiiMmopdi3M Ta iHBEpCit0 OyJIOo JIarHOCTOBAHO IiJ
4yac IPOBENCHHS IPEHATAIIHOI IUTOrEHETHYHOI
JIarHOCTUKHU TIPH HAsBHOCTI O10XIMIYHMX MapKepiB
XpOMOCOMHOI marojiorii mioxa. Taki XpOMOCOMHI
0COOJIMBOCTI MOXYTh CYIPOBOAXKYBAaTUCh XHOHO-
MO3UTUBHUM PE3YJIbTaTOM CKPUHIHTY Ha CHHIPOM
Jayna y npyromy TpumecTpi BariTHOCTI [16].

BucnoBku. Ananiz 107 BunaxiB npeHaTaabHOT
OUTOTCHETUYHOI ~ JIarHOCTUKH  XPOMOCOMHOTO

nomimopdisMy  Ta  iHBepcii  xpomocomu 9
MOKa3aB HAsBHICTh TMPUPOKCHUX BaJ Ta O3HAK
MaTOJIOTIYHOTO PO3BHUTKY y 39 (36,4%) mmomis. Lli
CIIOCTEPEIKEHHSI TTOKH 1110 HE M1 IIat0ThCsI TTOSICHEHHEO
3 TIO3HMIIIi Cy4acHOI I[UTOTEHETHKH, 110 CBIAYUTH PO
HEOOXITHICTh TPOBEJCHHS MOJAIBIINX JIOCIIKEHb
y LbOMY HAIIPSIMKY, 3 METOI PO3POOKH KOMILJICKCY
npo(iIaKTUYHUX ~ 3aXOAIB  JUIS  IONEPE/PKEHHS
PO3BUTKY BIJIXWJICHb Y MALI€HTIB 3 OCOOJUBOCTIMU
OynoBu rerepoxpomaruy ta JOP.
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XPOMOCOMHI XBOPOBM

T.B. Huxumuuna, U.FO. I'opouenxo, O.M. Tapanyposa, O.O. Bawenxo .
NOJUMOP®U3MbBI U HHBEPCUU XPOMOCOM B NIPEHATAJIBHOU JUATHOCTUKE
MATOJIOI'UHA IIJIOJA

Pe3rome. B crarhe mNpoBeficH TeOpeTHUSCKUN aHAM3 U O0OOIICHHE PE3YJIbTaTOB COOCTBEHHOTO
OTBITAa OTHOCUTENIBHO TNMPEHATaJIbHOIO0 OMNpeeNeH!s] XpOMOCOMHBIX BapuaHToB. Cpenn 3947 mpeHaraiabHO
[UTOTCHETUYECKH 00CIICI0OBAaHHBIX IIO0B ompeaesieHo 73 (1,8%) ciydas XpoMOCOMHOro noiauMopdusma,
a take 34 (0,9%) ciaydas mepHUIIEHTPUYECKON MHBEpCcUU XpoMocoMbl 9. B 35,6% cmydaeB ompeneneHHBIX
noauMop¢du3mMoB U 38,2% ciaydyaeB NEPUIICHTPUIECCKOW WHBEPCHH JHATHOCTHPOBAHBI BPOXKACHHBIC MTOPOKH
WM TIPU3HAKH [TATOJIOTHYECKOTO PAa3BUTHS 10,

KaioueBble c10Ba: KapuOTHUII; MPEHATAIbHAS IUATHOCTHUKA; HHBEPCUH; MTOTMMOP(HU3M XPOMOCOM.

T.V. Nikitchyna, 1. Yu. Gordienko, O.M. Tarapurova, O.O. Vashchenko
POLYMORPHISMS AND INVERSIONS OF CHROMOSOMES IN PRENATAL DIAGNOSIS
OF FETAL PATHOLOGY

Resume. In the article the theoretical analysis and generalization of the results of the own experience
regarding prenatal diagnostics of chromosome variants was carried out. The prenatal chromosomal analysis
among the 3947 fetuses was carried out, 73 (1,8%) cases of chromosomal polymorphism, and 34 (0,9%)
cases of pericentric inversion of chromosome 9 was identified. There were diagnosed birth defects or signs
of abnormal fetal development in 35,6% cases of identified polymorphisms and 38,2% cases of pericentric
inversion.

Keywords: karyotype; prenatal diagnostics; chromosomal polymorphism; inversions.
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